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abetalipoproteinemia

Abetalipoproteinemia is an inherited disorder that affects the absorption of dietary fats,
cholesterol, and fat-soluble vitamins. People affected by this disorder are not able to
make certain lipoproteins, which are particles that carry fats and fat-like substances
(such as cholesterol) in the blood. Specifically, people with abetalipoproteinemia are
missing a group of lipoproteins called beta-lipoproteins. An inability to make beta-
lipoproteins causes severely reduced absorption (malabsorption) of dietary fats and fat-
soluble vitamins (vitamins A, D, E, and K) from the digestive tract into the bloodstream.
Sufficient levels of fats, cholesterol, and vitamins are necessary for normal growth,
development, and maintenance of the body's cells and tissues, particularly nerve cells
and tissues in the eye.

The signs and symptoms of abetalipoproteinemia appear in the first few months of life.
They can include failure to gain weight and grow at the expected rate (failure to thrive);
diarrhea; abnormal star-shaped red blood cells (acanthocytosis); and fatty, foul-smelling
stools (steatorrhea). Other features of this disorder may develop later in childhood and
often impair the function of the nervous system. Disturbances in nerve function may
cause affected people to eventually develop poor muscle coordination and difficulty
with balance and movement (ataxia). Individuals with this condition may also develop
an eye disorder called retinitis pigmentosa, in which progressive degeneration of the
light-sensitive layer (retina) at the back of the eye can cause vision loss. Adults in their
thirties or forties may have increasing difficulty with balance and walking. Many of the
signs and symptoms of abetalipoproteinemia result from a severe vitamin deficiency,
especially a deficiency of vitamin E.

Frequency

Abetalipoproteinemia is a rare disorder with approximately 100 cases described
worldwide.

Genetic Changes

Mutations in the MTTP gene cause abetalipoproteinemia. The MTTP gene provides
instructions for making a protein called microsomal triglyceride transfer protein, which
is essential for creating beta-lipoproteins. These lipoproteins are necessary for the
absorption of fats, cholesterol, and fat-soluble vitamins from the diet and the efficient
transport of these substances in the bloodstream. Most of the mutations in the MTTP
gene lead to the production of an abnormally short microsomal triglyceride transfer
protein, which prevents the normal creation of beta-lipoproteins in the body. A lack of



beta-lipoproteins causes the nutritional and neurological problems seen in people with
abetalipoproteinemia.

Inheritance Pattern

This condition is inherited in an autosomal recessive pattern, which means both copies
of the gene in each cell have mutations. The parents of an individual with an autosomal
recessive condition each carry one copy of the mutated gene, but they typically do not
show signs and symptoms of the condition.

Other Names for This Condition

Abetalipoproteinemia neuropathy
acanthocytosis

Apolipoprotein B deficiency

Bassen-Kornzweig Syndrome

Betalipoprotein Deficiency Disease

Congenital betalipoprotein deficiency syndrome

Microsomal Triglyceride Transfer Protein Deficiency Disease

Diagnosis & Management

These resources address the diagnosis or management of abetalipoproteinemia:

Genetic Testing Registry: Abetalipoproteinaemia
https://www.ncbi.nlm.nih.gov/gtr/conditions/C0000744/

MedlinePlus Encyclopedia: Bassen-Kornzweig syndrome
https://medlineplus.gov/ency/article/001666.htm

MedlinePlus Encyclopedia: Malabsorption
https://medlineplus.gov/ency/article/000299.htm

MedlinePlus Encyclopedia: Retinitis pigmentosa
https://medlineplus.gov/ency/article/001029.htm

MedlinePlus Encyclopedia: Stools - floating
https://medlineplus.gov/ency/article/003128.htm

These resources from MedlinePlus offer information about the diagnosis and
management of various health conditions:

Diagnostic Tests
https://medlineplus.gov/diagnostictests.html

Drug Therapy
https://medlineplus.gov/drugtherapy.html

page 2


https://www.ncbi.nlm.nih.gov/gtr/conditions/C0000744/
https://medlineplus.gov/ency/article/001666.htm
https://medlineplus.gov/ency/article/000299.htm
https://medlineplus.gov/ency/article/001029.htm
https://medlineplus.gov/ency/article/003128.htm
https://medlineplus.gov/diagnostictests.html
https://medlineplus.gov/drugtherapy.html

Surgery and Rehabilitation
https://medlineplus.gov/surgeryandrehabilitation.html

Genetic Counseling
https://medlineplus.gov/geneticcounseling.html

Palliative Care
https://medlineplus.gov/palliativecare.html

Additional Information & Resources
MedlinePlus

Encyclopedia: Bassen-Kornzweig syndrome
https://medlineplus.gov/ency/article/001666.htm

Encyclopedia: Malabsorption
https://medlineplus.gov/ency/article/000299.htm
Encyclopedia: Retinitis pigmentosa
https://medlineplus.gov/ency/article/001029.htm

Encyclopedia: Stools - floating
https://medlineplus.gov/ency/article/003128.htm

Health Topic: Malabsorption Syndromes
https://medlineplus.gov/malabsorptionsyndromes.html

Health Topic: Metabolic Disorders
https://medlineplus.gov/metabolicdisorders.html

Health Topic: Neurologic Diseases
https://medlineplus.gov/neurologicdiseases.html

Genetic and Rare Diseases Information Center

Abetalipoproteinemia
https://rarediseases.info.nih.gov/diseases/5/abetalipoproteinemia

Educational Resources

Colorado State University: Fat-Soluble Vitamins
http://extension.colostate.edu/topic-areas/nutrition-food-safety-health/fat-soluble-
vitamins-a-d-e-and-k-9-315/

Disease InfoSearch: Abetalipoproteinemia
http://www.diseaseinfosearch.org/Abetalipoproteinemia/69

MalaCards: abetalipoproteinemia
http://www.malacards.org/card/abetalipoproteinemia
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*  Merck Manual Consumer Version: Hypolipidemia
http://www.merckmanuals.com/home/hormonal-and-metabolic-disorders/
cholesterol-disorders/hypolipidemia

e Orphanet: Abetalipoproteinemia
http://www.orpha.net/consor/cgi-bin/OC_Exp.php?Lng=EN&Expert=14

e Washington Univeristy, St. Louis: Neuromuscular Disease Center
http://neuromuscular.wustl.edu/ataxia/metatax.html#ab
Patient Support and Advocacy Resources

e CLIMB: Children Living with Inherited Metabolic Diseases
http://www.climb.org.uk/

* Foundation Fighting Blindness: Retinitis Pigmentosa
http://www.blindness.org/retinitis-pigmentosa

* National Organization for Rare Disorders (NORD)
https://rarediseases.org/rare-diseases/abetalipoproteinemia/

Genetic Testing Registry

*  Abetalipoproteinaemia
https://www.ncbi.nlm.nih.gov/gtr/conditions/C0000744/

ClinicalTrials.gov

e  ClinicalTrials.gov
https://clinicaltrials.gov/ct2/results?cond=%22Abetalipoproteinemia%22+0OR+
%?22abetalipoproteinemia%22

Scientific articles on PubMed

* PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%28abetalipoproteinemia%5BTIAB
%5D%29+AND+english%5Bla%5D+AND+human%5Bmh%5D+AND+%22last
+2160+days%22%5Bdp%5D

OMIM

« ABETALIPOPROTEINEMIA
http://omim.org/entry/200100
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